We report on a patient with a deletion of 18q23. At both 2 and 4 years of age, she displayed few ofthe facial features or other clinical features associated with the 18q -syndrome. Fluorescent in situ hybridisation and microsatellite marker and RFLP analysis were performed to characterise the extent of the deletion, and a terminal deletion of 18q23 was confirmed. The deleted region includes the gene for myelin basic protein, suggesting that hemizygosity of this gene does not invariably lead to mental and developmental delay. The clinical presentation of this patient suggests that either she is not deleted for the genes involved in the 18q-clinical phenotype or this patient represents one end of the spectrum of the clinical variability seen with 18q terminal deletions.
The 18q -syndrome is a well described disorder resulting from a partial deletion of the long arm of chromosome 18 In an effort to identify chromosomal regions that may contain genes implicated in human disease, we describe the molecular genetic characterisation of a new deletion in the 18q23 terminal band in a 4 year old child. Both fluorescent in situ hybridisation (FISH) and microsatellite marker and restriction fragment length polymorphism (RFLP) analysis were used to characterise the extent of the deletion. The implications with respect to the critical chromosomal region associated with the 1 8q -syndrome are discussed.
Case report
The patient is a female who was born after an uneventful pregnancy and normal delivery by caesarian section. At birth the baby was diagnosed as having dysplastic pulmonary and tricuspid valves and severe persistent pulmonary hypertension which required prolonged ventilation and paralysis for three weeks and hospitalisation for three months. She was hypotonic for several months and remained on cardiac medication until 12 months. Cytogenetic analysis was carried out from peripheral blood lymphocytes and part of the 1 8q23 band was found to be deleted (fig 1) . The deletion was ascertained at the 550 band level. The parents' chromosomes were normal, indicating that this deletion is of de novo origin.
The child's progress has been closely monitored. Her congenital heart defect was initially severe but at 4 years of age she has a persistent pulmonary murmur of no haemodynamic significance. The child's height and weight centiles remained below the 3rd centile until 3 years of age, but since then they have followed the 1 0th to 25th centile. She showed some gross motor A new deletion of 18q23 with few typical features of the 18q-syndrome for one minute (35 cycles).
With microsatellite markers D1 8S43 and D1 8S58, two alleles were seen in the child, but for D18S70, D 18S461 and D 18S462 only one allele inherited from the mother was present. D18S50, MBP, D18S554, and D18S380 were uninformative. 
